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Spinale Muskelatrophie

Autosomal rezessiv, Ursache ist eine homozygote Deletion des
Survival Motor Neuron 1 (SMN1) Gens auf Chromoson 5

2% der Bevdlkerung sind heterozygot (Anlagetrager)
fur SMN1 Deletion (1:50), SMA Inzidenz 1:10.000 Neugeborene

Symptome durch Untergang von Motoneuronen im Ruckenmark

Muskelschwache, v.a. der rumpfnahen Muskulatur, aber auch der
Extremitaten sowie der Kau- und Schluckmuskulatur

Komplex-chronische Erkrankung mit vielfaltigem
Unterstitzungsbedarfen
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Diagnosis and management of spinal muscular atrophy: Part 1:
Recommendations for diagnosis, rehabilitation,

orthopedic and nutritional care
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:? frontiers o STUDNY PROTOOGL Phase 1
In Pediatrics ok 10. 20 : Adaptation and validation of the Pediatric Integrated
Care Survey
o Translation, adaptation, and evaluation of psychometric properties of a
questionnaire

Evaluation of a Case Management to
Support Families With Children

Diagnosed With Spinal Muscular Phase 2
Atrophy — Protocol of a Controlled Multi-perspective state analysis ofthe healthcare

. quality of patients with SMA | and ||
Mixed-Methods Study

: Description and Semi-structured
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Medicine, Uinversity of Freiburg, Freiburg, Germany

Phase 3
Exploratory, controlled study to evaluate the CM

between groups st Semistructured  SEERERE
three points in time caregivers involved healthcare
using questionnaires providers
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Phase 1: Validierungsstudie Pediatric Integrated Care Survey

= Patient-reported experience measure zur erlebten Qualitat der Behandlungsintegration
* Hin- und Ricklbersetzung

= Kognitive Interviews (n=10),

= Psychometrische Uberprifung (n=204 Familien mit chronisch erkrankten Kindern)

= 2 Skalen mit "Teamqualitdt und Kommunikation, & ,Auswirkungen auf die Familie”
(Cronbachs a=.84-.89)

Ziniel S, et al. (2016) Validation of a Parent-Reported Experience Measure of Integrated Care. Pediatrics 138.
https://doi.org/10.1542/peds.2016-0676

Eremenco SL, Cella D, Arnold BJ (2005) A comprehensive method for the translation and cross-cultural validation of health status
guestionnaires. Eval Health Prof 28:212-232.
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https://doi.org/10.1542/peds.2016-0676

Phase 2: Multiperspective state analysis

/Eltern von Kindern mit SMA in\ / Niedergelassene \

Freiburg und Essen Behandler*innen)
(21 Personen) .

(Telefon.) (Telefon-)
elefon- Betreuungs- Interview
Interview tagebuch / k /

Qualitative Inhaltsanalyse n. Mayring
7 Ober- und 12 Subcodes

Entwicklung eines SMA-spez. Case Managements

Folie 7 13.04.2022



Phase 2: Multiperspective state analysis

Main codes Sub-codes
Disease and coordination management of the caregivers

General conditions of care

Expertise and skills Expertise and skills of HCP
Expertise and skills of caregivers
Coordination structure Existing coordination mechanisms

Perceived coordination needs

Information exchange
Information exchange between caregivers and HCP

Information exchange between caregivers
(Perceived) information exchange between HCP

Role distribution in care coordination Role of pediatrician
Role of neuromuscular center
Role of local care providers
Role of SPC/early intervention center
Role of caregivers
Quality of relationship

8 - 13. April 2022
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Phase 3. Exploratory controlled evaluation study

Selection of N = 2x25 caregivers of children with SMA | and Il via
neuromuscular centers in Essen und Freiburg

!

Assessment of eligibility (inclusion criteria: caregivers of patients with
SMA | and severe |I; at least two health care providers involved in
treatment of SMA patient)

Excluded if not

criteria

E
1
—1 meeting the inclusi
i
=

l

Complete baseline assessment
N=2x25 (t = 0 months)

l

Intervention group Control group
Case Management Usual care
N=25 N=25

\

Qualitative telephone interviews
(process evaluation and secondary outcomes)
(t = every 6 months)

Complete t, assessment Complete t, assessment
N=? (t = 12 months) N=? (t= 12 months)

Qualitative telephone interviews
(process evaluation and secondary outcomes)
(t = every 6 months)

! Y

Complete t, assessment Complete t, assessment
=? (t= 12 months) N=? (t= 12 months)

Loss to follow-up or discontinued (N=?)
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Phase 3. Exploratory controlled evaluation study

PICS - Team quality and communication
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Diskussion - Evaluation

Quantitativ lasst sich eine Uberlegenheit der Intervention nicht nachweisen

Qualitative Daten mit positiven Hinweisen bzgl. Wirksamkeit

Evaluation komplexer Interventionen bei seltenen Erkrankungen herausfordernd
« Kleine Fallzahlen mit individuellen Verlaufen
« Heterogene Versorgungslandschaft erschweren Vergleichbarkeit

Methodischer Anspruch zu frith zu hoch?
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. essons learned

 Innovationsfonds ermdglicht die Entwicklung innovativer Versorgungsangebote
« Zeitliche Latenz zwischen Antragsstellung und Forderbeginn (2 Jahre)

« Voraussetzung am UKF sehr giinstig

« Vertraglicher Aufwand tberschaubar

« Beteiligung von Patient*innen und Patientenorganisationen hilfreich und spannend
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